Abstract X-linked keratosis follicularis spinulosa decalvans (KFSD) is a rare disorder affecting the skin and eyes. The disease was previously mapped in an extended Dutch family to Xp2l.2-p22.2 between DXS16 and DXS269. Using five DNA probes and 14 CA repeat polymorphisms spanning this region an extensive linkage study was performed in the same pedigree. The highest lod scores were 12-07 for DXS365 (pRX-314) at 0=0, 1172 for DXS418 (P122) at 0=0-015, and 10-93 for DXS989 (AFM135xe7) at 0 = 0045. Analysis of recombination events locates the gene for KFSD between AFM291wf5 and DXS1226 (AFM316yf5). This is region Xp22.13-p22.2, an area covering approximately 1 Mb. These data confirm and greatly refine the regional localisation of KFSD and greatly improve reliability of carrier detection. (JMed Genet 1995;32:736- A total of five DNA markers and 14 CA repeat polymorphisms was tested in the family. Characteristics of these DNA polymorphisms are listed in physical order in table 1, by using data as assigned at the 5th chromosome X workshop'0 and by others."-6 SOUTHERN ANALYSIS DNA aliquots of 5 ig were digested with the restriction enzymes MspI, PvuII, and TaqI, according to the manufacturer's recommendations. The fragments were separated by 0 7% agarose gel electrophoresis and transferred to nylon filters (Hybond-N® Amersham) by means of alkaline blotting. Hybridisation with cx2P-dCTP labelled probes pD2 (DXS43), CRI-L1391 (DXS274), pQST1H3 (DXS257), and B24 (DXS67) was performed at 65°C overnight according to Church and Gilbert.'7 Filters were washed to a stringency of 1 x SSC/0-1% SDS, followed by autoradiography for one to three days using an intensifying screen.
Keratosis follicularis spinulosa decalvans (KFSD) or Siemens-1 syndrome (MIM 308800) is a rare X chromosomal skin and eye disease of unknown aetiology. ' Oostenvijk, van der Wielen, van 
